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DHCR7 Carrier Frequencies

• 2017 s tu d y o f 262,399 p e o p le

• No  fa m ily h is to r y

• Pu r p o s e  wa s  r o u t in e  c a r r ie r  
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Most common in individuals with Northern European ancestry,

but seen in all ethnic groups .





DHCR7 gene 
CODES FOR ENZYMYE

7-DHC 
reductase
ENZYME MAKES 

CHOLESTEROL



46, XY 46, XX



46, XY 46, XX

Re c e s s ive  in h e r it a n c e  = 1 in  4  c h a n c e



Wh a t  is  a  g e n e t ic  va r ia n t ?

c .964 -1G>C     IVS 8-1G>C 

c .4 5 2G>A        W15 1*

c .278C>T         T93M



Testing for 
SLO syndrome

HOW IT WORKS
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AMNIOCENTESIS

• Diagnostic

• Sterol profile/gene

• After 14 weeks

ULTRASOUND

• Not diagnostic

• Not specific

• Requires follow -up
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Newer

Tests
MATERNAL 

URINE

• Diagnostic (validated) 

and non-invasive

• 14-22 weeks gestation

• Currently available in 

the UK

• Sample logistics

PREIMPLANTATION

GENETIC

TESTING (PGT)
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• Diagnos tic*

• Cost

• Requires IVF

• Specialized Centers

www.sharinghealthygenes.com

Institute of Metabolism 

and Systems Research 

(IMSR) in Birmingham, 

England



Carrier Screening

AVAILABLE NOW

• Hundreds of hereditary conditions, $250

• Do before pre g na nc y

• Expa nde d  g e ne  pa ne l inc lude s SLO g e ne

• Not a ll te sts a re  e qua l
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